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HaBeJeHo ornsag cy4acHux AaHux NitepaTtypu CTOCOBHO MIiTOXOHAPiaNbHUX 3aXBOPHOBAHb, MOB'A3aHMX i3 MyTauismu reHa POLG. 3axBoptoBaHHs Wiei rpynu
MatoTb PiBHOMAHITHI Ta HecneuudiyHi KMiHiYHi NpOsBM, WO YCKNAAHIOE iX AiarHOCTWKY. Taki 3axBOPIOBAHHA MOXYTb PO3BMBATUCA BHACMIZOK MyTaliii
y BnacHomy OHK MiTOXOHApIN 260 SAePHUX FeHaxX KNiTUHU, MaK0Tb CXOXi KMiHIYHI NPOSBYM, 04HAK Pi3HATLCA 3a TAKKICTIO nepebiry Ta nporHo3om. [e6iT Lmx
3aXBOPIOBAHb MOXe Bi6yBaTUCS Y BIKOBOMY Aiana3oHi Bif paHHbOro AUTUHCTBA O A0POCOro BiKy. Hamu CUCTEMAT30BAHO Cy4acHi YsBNEHHS NPO eTioNorito,
naToreHes, KNiHiKo-LiarHOCTUYHY XapakTepucTuKy Ta HanpsMu NikyBaHHS MiTOXOHApiaNbHUX 3aXBOPIOBaHb. HaBeeHO KIliHiYHe CMOCTEPEXEHHs 3 BACHOro
N0CBiAY AiarHOCTUKM MIiTOXOHAPiaNbHOI HEMPOracTPOiHTECTMHANBHOI eHuedanonarii, Wo € HeTUNOBWM NPOSBOM MyTallii JAHOTO reHy, NpoTe Mae Micue
B PiAKiCHUX BuUMagkax. Y HaBeAeHOMY Hamu KNiHIYHOMY BUMAfKY, HE3BaXalo4uW Ha MiJBULLEHHA TpaHCamiHa3 y nauieHTa B aHamHesi, y nojanbllioMy He
BUSABNANOCA YPKEHHS NEYiHKN, XapakTepHe Ans cuHApoMmy Anbnepca. TakoX y AUTUHU He PO3BUHYAMCA KAaTacTpOMiyHi PE3CTEHTHI A0 Tepanii eninenTuyHi
npunagku, NpoTe BiAMI4aBCA NOPIBHAHO M'AKMIA Nepe6ir eninenTuyHOI eHuedanonatii. HaTomicTb, y KNiHiLi 4OMiHyBano peunaneHe 61t0BaHHS, BTpaTa Baru,
BiMOB2 BiJ BXMBAHHA DKi Ta 03HAKU AUCHYHKLII LUNYHKOBO-KWULIKOBOTO TPAKTYy 32 AAHUMU IHCTPYMEHTaNbHUX 0OCTEXEHb. BupillanbHe 3Ha4eHHs Ans
BCTAHOBJIEHH: JiarHo3y B LUbOMY BUMNAaAKy Mano MONeKyNsapHO-reHeTUYHe JOCHIIKEHHS.

Ha Hawy aymky, nikapi nefiatpuyHoro npocpintd MawTb NPOABIATA MEBHY HACTOPOXEHICTb Ta CBOEYACHO CMPAMOBYBATM [0 AWTAYOr0 HeBposiora Aiten
3 Migo3pol0 Ha MITOXOHApianbHi 3aXBOPIOBAHHA. 3 OFMAMY Ha TpariyHWil NPOrHO3 [EAKMX 3aXBOPHOBAHb Li€i rpynn, MOMWAKM y BCTaHOBEHHI [iarHO3y
HenpunycTUMi. TOYHWIA AiarHo3 mae 6yTW BCTAHOBAEHWIA fKHalipaHile. Ha CbOrOAHILHIA Le MOXNWBO NWE 3a JOMOMOrOK HeipopaaionorivyHnx
i MONEKYNAPHO-TEHETUYHUX METOAIB.

KnioyoBi cnoea: MIiTOXOHApiaNbHi 32XBOPIOBAHHS, MITOXOHAPianbHA HENPOracTPOiHTECTUHANbHA eHLedanonartia, MONEeKyNAPHO-reHeTUYHa AiarHoCTUKa,
myTauis reHa POLG.
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The article presents a review of current literature data relating to mitochondrial diseases associated with POLG-gene mutations. Diseases of this group have
diverse and non-specific clinical manifestations, which makes their diagnosis a difficult task. Such diseases can develop as a result of mutations in their own
mitochondrial DNA or nuclear cell genes, similar clinical manifestations, however, may differ in severity of flow and prognosis. The onset of these diseases can
occur in the age range from early childhood to adulthood. Based on analysis of various literature sources, modern views on etiology, pathogenesis, clinical and
diagnostical characteristics and therapeutic approaches to POLF-related mitochondrial diseases were generalized and systematically examined. Clinical case of
a child with mitochondrial neurogastrointestinal encephalopathy, which is an atypical manifestation of POLG-gene mutations was also presented. In the clini-
cal case presented, despite an increase in transaminases in the patient in history, no further liver damage characteristic of Alpers syndrome was observed.
Also, the child did not develop catastrophic epileptic seizures resistant to therapy, however, a relatively mild course of epileptic encephalopathy was registered.
However, the clinic was dominated by recurrent vomiting, weight loss, refusal to eat and signs of gastrointestinal dysfunction according to instrumental exam-
inations. In this case, molecular genetic research was crucial for the diagnosis.

In our opinion, pediatric physicians should have a certain level of alertness and promptly refer children with suspected mitochondrial disease to children's neu-
rologists. Despite the tragic prognosis of certain diseases of this group, errors in their diagnosis are unacceptable. Accurate diagnosis should be made as early
as possible. Today, this is possible only with the help of neuroradiological and molecular genetic methods.

Key words: mitochondrial diseases, mitochondrial neurogastrointestinal encephalopathy, molecular genetic diagnosis, POLG gene mutation.

MuToxonpapuanbHble 3a6oneBanus, Bbi3BaHHble MyTauuamu rena POLG: npo6nembl guthdepeHunanpHoii

AUArHoCTUKK
0., Antunkun, J1.T. Kupunnosa, A.A. Mupowurukos, A.A. K03Ba, J1.M. Tkavyk
'Y «/AHCTUTYT NneamaTpuim, akyLepecTea u rMHEKonorum umenn akagemnka E.M. JlykbsaHosoit HAMH Ykpautbi», r. Kues

MpeacTasneH 0630p COBPEMEHHBIX AaHHbIX UTEPATypbl N0 MUTOXOHAPUANbHLIM 3260/1€BaHMAM, CBA3aHHbIM C MyTaumsmu reHa POLG. 3a6onesaHns 3Toii
rpynnbl UMEKOT Pasnu4Hble W HECMeLMpUYECcKNe KIMHUYECKNe MPOABMIEHUA, YTO YCNOXHAET WX AWArHOCTMKY. Takue 3a60neBaHus MOryT pas3BUBATbCS
BCNeACcTBMe MyTaunii B co6¢TBeHHOM [JHK MUTOXOHAPUIA UnKn AOEPHbIX FeHax KNeTKu, UMEIOT CXOXUe KNUHUYECKUe NPOSBAEHNS, 04HAKO OTANYAOTCA No
TSKECTW TEYEHUS U NPOrHo3y. [1e6toT 3aTux 3a6051eBaHNn MOXET NPOUCXOANTL B BO3PACTHOM AMana3oHe OT PaHHero AeTcTsa 4O B3pOCnoro Bo3pacra. Hamn
CUCTEMATU3NPOBAHbI COBPEMEHHbIE NPeSCTaBNeHNs 06 3TUONOMMK, NATOreHese, KIMHUKO-LMArHOCTUYECKON XapakTepuCTIKe 1 HanpaBneHun NIeYeHns JaHHOro
3a6oneBaHus. [puBeAeHO KIMHMYECKOe HabniofeHne U3 COOCTBEHHOrO OMbITa LUArHOCTUKA MWTOXOHAPUANbHON HEeApOracTpONHTECTMHANBHOM
3HUedbanonaTy, KoTopas ABASETCA HETUMNYHBIM MPOSBAEHNEM MyTauWid AAHHOTO reHa, OfHAKO MMEeT MeCTO B pedKkux cryvasx. B npuBeaeHHOM Hamu
KIMHUYECKOM CITy4ae, HECMOTPS Ha MOBbILLEHNE TPAHCAMMHA3 Y NALNEHTA B aHAMHESE, B JANbHELLEM HE BbIABAANOCH NOPAXKEHNE NEYEHN, XapaKTEPHOE Ans
cuugpoma Anbnepca. Takke y pebeHka He pasBWANCL KaTacTPOPUYeCKMe PE3UCTEHTHbIe K Tepanuu 3nunenTuveckue NpuUnagkn, OAHAKO OTMEYanoch
CPABHUTENIbHO MATKOE Te4eHWe 3NUnenTu4eckomn aHuedanonatuu. Mpu aTOM B KIIMHUKE JOMUHUPOBANN PeLnanBMpyioLLas pBoTa, NoTeps Beca, 0TKa3 OT efbl
11 NPU3HAKN LUCHYHKLIAM XKENYLOYHO-KULLEYHOr0 TPaKTa Mo AaHHbIM UHCTPYMEHTaNbHbIX 06CNef0BaHui. Peluaollee 3HaqeHne Ans NOCTaHOBKN AMarHo3a
B 3TOM CIly4ae UMEeno MONeKynApHO-reHeTUYecKoe NccnesoBaHie.

Mo Hawemy MHeHW, Bpa4u NegnaTpuyeckoro npoduns SOMKHbI NPOABNATb ONPEAeneHHY HACTOPOXEHHOCTb U CBOEBPEMEHHO HanpaBnATb K LETCKOMY
HeBPONory fieTen C NOJO3PEHNEM HA MUTOXOHAPUANbHbIe 3a60neBanns. C y4eToM Tparnyeckoro NporHo3a HEKOTOPbIX 3a60NeBaHNA 3TON FPynnbl, OLINOKN
B MOCTAHOBKE AMarHo3a HeAonyCTUMbl. TOYHbIA AMArHO3 AOMKEH ObITb MOCTaBMEH KaK MOXHO paHblue. Ha CerofHsLWHMA [eHb 3TO BO3MOXHO TOMbKO
C NMOMOLLbK HENPOPASNONOTMYECKNX U MONEKYNSAPHO-TEHETUYECKUX METOLOB.

Knioyesbie cnosa: MUTOXOHApWANbHbIE 3a60/EBaHNA, MUTOXOHLPWUANbHAA HEMPOracTPOMHTECTUHANbHAA 3HLEeManonaTus, MONeKynsapHo-reHeTuyeckas
anarHocTuka, mytaums POLG reHa.
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BcTtyn
MiTOXOH[{piaﬂbHi 3aXBOPIOBAHHS MaloTh
pisHOMaHITHI Ta Hecnenu@iuHi KIiHIYHI
TIPOSIBH, IO YCKJIAJHIOE iX IIarHOCTUKY. 3aXBOPIO-
BaHHS II€1 IPYIIN MOKYTh PO3BUBATUCS BHACIIJIOK
myTaitiii y Bmacnomy /ITHK mitoxonzpiit abo sizep-
HUX reHax KJIiTHHHU.

Cungpomu nensertii (BUCHAKEHHS) MiTOXOH-
apianproi JIHK (MT/[HK) — rpyma ayrocomno-pe-
IECUBHUX PO3JIa/IiB, 10 BUKJIUKAIOTHCS 3HIKEH-
HaMm KinbkocTi MT/ITHK B ypaskeHux TKaHuHaX.

POLG € anepuum reHom, MyTallii B IKOMY CIIpH-
YUHSIOTh TSDKKI MIiTOXOHApiaJIbHI 3aXBOPIOBAHHS
BHaCJIIOK opyienHs perutikaiiii MmT/[HK [6].

3axBOPIOBaHHS I1i€i TPy MAIOTh CXOXKi KJIi-
HIYHI ITPOSIBU, OJTHAK Pi3HATHCS 32 TSIXKKICTIO TIepe-
6iry Ta mporrHozom. Ili 3aXBOpIOBaHHS MOKYTb
1ebI0TYBaTH y BIKOBOMY Jlialla3oHi Bij paHHBOTO
JIMTUHCTBA JI0 IOPOCJIOTO BiKY. ¥ pobOTi HaBeIeHO
KJIIHIYHUN BUMAJ0K PiJKICHOTO 3aXBOPIOBAHHH,
BUKJIMKaHOTO MyTattieio POLG — miToxoHpiasib-
HOl HeWporacTpoiHTeCTUHATBHOI eHIedasonarii,
O JIEMOHCTPYE CKJAAHICTh [[iaTHOCTUYHOTO
MOTITYKY TIPYA MiTOXOH/IPiaTbHUX 3aXBOPIOBAHHSIX.

Etiosoris Ta marorenes

POLG — reH, mo Koxy€e KatagiTuaHy cybouu-
nuio Mt/IHK-mosmimepasu, ska HazuBaeTbes
JIHK-nonimepasa-ramma. [I'en poaTamnioBanHuit
y XpoMocoMHoMy Jiokyci 15q25 [23]. Myrartii rena
POLG mnopyuryors aktuszicts MT/IHK-nomime-
pasy Ta BUKJIMKAIOTb 3aXBOPIOBAHHS 3 IlepeBaK-
HUM ypa)K€HHSIM HEPBOBOI CHUCTEMM Ta TEYiHKU.
3asHayveHi 3aXBOPIOBAHHS HAJIEKATh 710 CUH/IPOMIB
nenertii MT/IHK, ockibku ipy HIX 3MEHITYETHCS
kinpkicts MT/ITHK B ypaskennx trkanmnax. POLG
€ ofianM i3 30 si/IepHUX TeHiB, MyTallil B IKUX 3yMO-
BJIIOIOTH MITOXOH/IPiaIbHi 3aXBOPIOBAHHSI.

Myratii B reni POLG BUKIUKAIOTh CUHAPOM
Anpriepca, CHHIPOM aTaKcii-HeBpomarii, JOMiHAHT-
HY Ta perieCuBHY (hOPMHU IPOTPECYI0Y0] 30BHITITHBOT
o TaIbMOTIIIETI, @ TAKOJK 1HIIT PO3JTaN OPTaHiB Ta
CHCTeM, IO He 00'€HYIOThCS B TIEBHUIT CHHIPOM
[29]. Yceworo Bimomo 180 myTarttiii /IHK-momimepa-
3U-TaMMa, gKi MOXKYTb BUHUKATH B YCiX €K30HAX
rena POLG [3]. BispmiicTs oOMiHAaHTHUX MyTaIliit
CIIPUYMHSIOTH 3aXBOPIOBAHHS 3 1e0I0TOM Y I0PO-
CJIOMY Billi, TOJIi SIK TTPU PEIIECUBHUX MY TAITiSIX CUM-
ITOME J1€0I0TYIOTh y AUTHHCTBI. [larienTn 3 ayTo-
COMHO-PEIeCUBHUMM 3aXBOPIOBAHHSIMU MalOTh
CKJIaJIHI T€TEePO3UTOTHI MyTallii 3 Mailzke HeoOMe-
SKEHOIO KIJIbKICTIO MOKJIMBUX KOMOIHAI.

Kaniniuni nposiBu

Buninsarors Taxi kaiHigHI (hopMU 3aXBOPIOBAHb,
noB'ga3aHuX i3 myTarismu resa POLG.
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Cunopom Anvnepca—Xammennouepa (Alpers—
Huttenlocher syndrome) — 3ycTpidaeTbes
3 wacroroto 1 Bunagok Ha 100 tuc. oci6. Mae paH-
Hill 1I0YaTOK 1 TSOKKUN 1epebir 3i MBUAKUM
mporpecyBaHHsAM. KiacnmyHa Tpiaja CHMIITOMIB
BKJIIOYAE PE3UCTEHTHI /10 JIIKYBaHHS eliJelTUYHI
Harau, 10 MPU3BOASTL 0 eHlledasronarii, Ipo-
rpecylouuii perpec ICUXOMOTOPHOTO PO3BUTKY
Ta YpaKeHHS IeYiHKM, OJ[HAK MOKJIWBI T iHIII
nposiu. Cunzipom Ausbriepca meboTye B [iTeit
BIKOM BiJ 2 Mic. 10 8 POKiB, ajie yacTilne — y iTei
BiKOM 2—4 poku [24].

Hitn i3 curgapoMoM AJibliepca PO3BUBAIOTHCS
HOPMAJIBHO [I0 HOYATKYy eIiJIeNTUYHUX HaIla/liB,
M0 YacTO € IMepIIuM TIPOSBOM 3aXBOPIOBAHHS
Ta BigMivaioThcs B Oinbinocti mamientis. Ilepe-
Ba)KHO BHHUKAIOTh MIKOJIOHIUHI ab0 TeHepasi3o-
BaHl TOHIKO-KJIOHIYHI Hamajau, $KI IBUIKO
IIPOTPECYIOTh 13 MOKJIMBUM PO3BUTKOM epilepsia
partialis continua abo eniJENTUYHOIO CTaTyCy.
Y meBposioriyuHOMY cTaTyci BiMivaoThes Andy3-
Ha M's30Ba TIIIOTOHIs, aTaKcisg, MOTOpHA He3rpald-
HICTb, IMCKOOP/IMHALLIS PYXiB. Y PasKeHHS NeUiHKN
MOKe BUHUKATU B OY/Ib-SIKUI Yac, iHOJ 3'sIBJISIIO-
YUCh TIJIbKU HA TEPMiHAJIBHIN CTazil, OAHAK TIE€TiH-
KOBa HEJIOCTATHICTb PO3BUBAETLCS Malizke B yCiX
narienTiB [7]. Kuiniyai mposiBM Ta MIBUAKICTD
porpecyBaHHS PO3TATy MOKYTh 3HAUHO PI3HUTH-
Cs B PI3HUX TMAITIEHTIB, OHAK CUHAPOM AJbIiepca
3aBJK/I1 3aKIHUYETHCS (PaTaIbHO.

3axBOPIOBaHHS BIIEpIlle ONNCAB aMepUKaHCh-
kuii Hesposior Bernard Jacob Alpers y 1931 p.
Ha TIPUKJIA/TI 4-MiCIYHOT IIBYNHKY 3 PE3UCTEHTHU -
MU eMUIeTITUYHUMU HalaJaMu, siKa HOPMaJbHO
posBuBajiacs o ix modatky [2]. Yepes 45 pokis
Peter Huttenlocher BcranoBuB ayrocomHuo-perte-
CUBHMI XapaKkTep yCHaJKyBaHHSI IIbOTO 3aXBO-
PIOBAHHS Ta OIKMCAB XapaKTepHi ypaKeHHs IeviH-
KM Ta 3MiHU B JikBOpi [16].

Yepes 25 pokis Harding B. Bumius taki cum-
NTOMU 3aXBOPIOBAHHS, sIK HOPMAJIbHUI paHHIN
PO3BUTOK, PANTOBHI MOYATOK perpecy HaBHUOK,
noraHuil Habip Macu Tijia, emizomu OGJIIOBAHHS
Ta BUpaykeHa M 's130Ba TinmotoHid [13].

Y 1996 p. Ropp PA. et al. Bizkpuiu dynkiii
JIHK-monimepaszu-ramma [2], a y 1999 p. rpymna
JocaiHuKiB Ha 4oui 3 Naviaux R. BcTaHoBumia
nedimut axktuBHOCTI MT/HK-momimMepasu-ramma
npu cunpomi Asbriepca [21].

Y 2001 p. onmcasu meprioro marieHTa 3 MyTa-
rieio MT/IHK-mosriMepasu-ramMmma, y SIKOTO Bijmiva-
Jiacst TIpoTpecyroya 30BHIITHST opTasbMoTLeris [ 27].
Y 2004 p. BcTaHOBUIIM B3aEMO3B'SI30K MiK CUHIPO-
MoM Adbriepca Ta Mmytaniero rena POLG [20].
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Tabnuys 1
LiarHocTunyHi kKpuTepii cuHgpomy Anbnepca

1. Tpiaga KniHiYHMX NPOSBIB: PE3VNCTEHTHI EMINENTUYHI Hanaaw,
Perpec NcUXoMOTOPHOIO PO3BUTKY Ta YPaXKEHHS MEYiHKM

2. 3a BigCyTHOCTI ypaXXeHHs nediHKM abo JOOAaTKOBWX AjarHOCTUY-
HUX KpWTEpiiB, AlarHo3 Moxe ByTW NiATBEPIKEHWIA 3a LOMNOMO-
roto cekBeHyBaHHs reHa POLG, 6ioncii neviHkm a6o ayToncii

w

. [opaTtkoBi kpuTepii (HeobxigHo xo4a 6 2 3 11 KpuTepiiB):

— BUSIB/IEHHS1 HA MarHiTHO-PE30HAHCHI CMEeKTPOCKOMii ronoB-
HOrO MO3KY 3HWXeHHs N-aueTunacnaprary, HOpMmasnbHOro
PiBHA KPEATUHIHY Ta NiOBWLLEHHS nakTaTy;

— nigBuLLiEeHni piBeHb 6inka y niksopi (>100 mr/an);

— nporpecytoyi aTpoiyHi 3MiHV FONOBHOrO MO3KY, NepeBaxHoO
LIEHTPasbHUX, HXX KOPTUKaNbHUX Biffifis, i3 PO3BUTKOM BEH-
TpvKynomeranii, 3a AaHUMK MarHiTHO-PE30HaHCHOI TOMOrpa-
ii (MPT) ronosHOro Mo3kKy;

— BUWABMEHHS AK MiHIMyM Ha OfHii enekTpoeHuedanorpami
(EET) MynsT1dhoKanbHOi NapoKcnamanbHOi akTUBHOCTI 3 BUCO-
KOaMMAITygHUM YNoBifbHEHUM Aenbta-putMom (200—-1000 MKB)
Ta cnarkamu/nonicnankamu (10-100 mkB, 12-25 I'y);

— KOpTMKasnbHa cninota abo atpodisi 30pOBKX HEPBIB;

— MOPYLUEHHS 30POBUX BUKITMKAHWX MOTEHLianiB Ta HopMasbHi
pesynbTaTi enekTpopeTHorpaagii;

— penneuis B MTOHK ckenetHnx M'a3iB abo nediHku (6nm3bko
35 % OHK);

— pediunt aktneHocTi [HK-nonimepasn-ramma (<10%) y cke-
NETHMX M'A3ax abo neYiHuj;

— MigBULLEHWIA piBeHb nakTaty y Kposi abo niksopi

(>3 mMmonb/n) abo xo4a 6 oaMH enisof rocTpoi MnediHkoBoi

HepocTaTHoCTi; . .
— i3onboBaHu pediunt komnnekcy |V MiToxoHapin abo noep-
HanHs pediumty komnnekcis |, lll, Ta IV (<20% Big Hopmu)

NpW AOCAILKEHHI AUXanbHOro NaHutora MiTOXoHAPIN NeYiHKK;
— CMGINIHT i3 NinTBEPOAXEHUM CMHOPOMOM Afbriepca

Y 1999 p. po3pobun AiarHOCTHYHI KpUTEPii CHH-
npomy Ausbriepca (tabu. 1) [21].

[Tpu cunmpomi Asbriepca 3HUKYETBCS aKTUB-
HICTh TIUTOXpOM-C-0KCHUa3u MiTOXOH/IPIH TTediH-
KM, 1110 TTPU3BOJIUTH /10 TIPOTPECYI0U0] TeraToMera-
Jii, KupoBoi amcTpodii Ta Gibpo3y MmediHKu.
BasnbripoeBa kucsiota BUKJIWKAE allONTO3 KJITHUH
MIEYiHKH, 10 TPU3BOIUTD /10 (aTaTbHOTO TOKCUY-
HOTO TeNaTuTy B JliTel i3 cuaipoMoM Astbriepca [1].
BuyTpimnbosenne BBe/ieHHs L-KapHITUHY Ta Biji-
MiHa BaJIBIIPOEBOI KHUCJIOTU MOKYTb 3MEHIIUTH
IIPOSIBY MT€YiHKOBOI HEOCTATHOCTI [5].

[ToctynoBo y XBopux fliTeil pO3BUBAETHCA JIUC-
haris i mopymieHHS TIEPUCTATBTUKYA KUTTETHUKA
YHACJIIOK TOpyIieHHs (yHKIli M'sI3iB CTIHOK
MITYHKOBO-KUITKOBOTO Tpakty. Ilpm aucdarii
BCTAHOBJIIOIOTh TIOCTIMHUN NIJTYHKOBUI 30H/
i IepeBOAATh AUTUHY Ha IapeHTepajbHe Xapuy-
BaHHs [12]. [HOMI B mMaIli€HTIB PO3BUBAETHCS
nankpearut [4]. KapmiomionaTisi i cepiieBa Hezio-
cTaTHiCTh BUHUKAIOTL Y 10 % miTeil i3 cuHAPOMOM
Anpriepca, y TepMiHATBHUX CTa/lisIX TMEYiHKOBA
HEJIOCTATHICTh MOXe MOCHUJIIOBATUCS BHACJIIOK
IIPABOIIIYHOUYKOBOI CEpIIeBOi HEJOCTATHOCTI.

[Tix yac ricToJOrTYHUX OCTI/IPKeHb MO3KY BUSI-
BJIEHI ypasKeHHsI KOpH B JinsHii sulcus calcarinus
y BUIJISI CIIOHT103Y, 3arn6esti HeHpOoHiB Ta acTpo-
IIUTO3Y, 10 TPOTPECYIOTh Y HAITPSIMKY BiJl TOBEPX-
Hi 710 TIMOOKUX TIapiB Kopw [ 24].
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Miouepeopozenamonamis oumsuozo 6ixky
(childhood myocerebrohepatopathy spectrum —
MCHS) — cuekTp posjaiB, 1O 3YCTPIiYalOTHCS
piame 3a cuHApoM AJjbliepca Ta MPOSBISETHCI
MEYiHKOBOIO HEJIOCTATHICTIO, 3aTPUMKOIO ab0 perpe-
COM TICIXOMOTOPHOTO PO3BUTKY, JIAKTAT-AIIUI030M,
MIOTIATIEI0, MOPYIIEHHIM (DISUYHOTO PO3BUTKY Ta
eH1eaIoNaTi€lo, YacTo 3 emJIeNTHYHUMK Halla/a-
mu [28]. OGOB'AIBKOBUM € ypaKeHHSI MediHKU
3 PO3BUTKOM ii HEIOCTATHOCTi, HEPITKO BUHUKAE
HUPKOBWIT TYOYJISPHUI alug03, HaHKPEaTHT,
IUKJIiYHe OTI0BaHHS Ta BTparta cayxy. Posnan iiei
rpynu AeOTYIOTh y iTeil BIKOM BiJl HapOKEHHS
710 3 POKIB, YacTile IPOTITroM Hepuux 6 mic., ToOTo
pasitire 3a cunzipom Asbniepea [25, 28].

[Tepe6ir mionepebporenaTonarii Bifpi3HAETHCS
Bi/l cuHApPOMY AJjbliepca. 3axXBOPIOBAHHS MOKe
ne0I0TYBATH PO3BUTKOM TI€4iHKOBOI HEJIOCTATHOCTI
Ta JIAKTAT-alU/103y, B MOJAJIBIIOMY PO3BUBAETHCS
eHItecaonaris, sika He 3aBXK/IU CYITPOBOKYETHCS
eTJIeNTUYHUMU Hamnagamu. BaxkimBoio nudepen-
IITHOIO 03HAKOTIO € Te, MO MPU CHHIPOMI AJtbITepca
XapaKTepHUMU € (hapMaKOPe3UCTEHTHI eIliIenTHd-
Hi Hama/gu 3 pyiHiBHOIO eHlledaonariero. OpHak
Ha MPAKTHIIl BIPI3HUTU 00K B 3aXBOPIOBAHHS HE
3aBJK/M BJIAETHCs, a/pKe JUIsT 000X XapaKTepHe
HIBU/IKE TIPOTPECYBAHHS, IO TPU3BOAUTH /10 PaH-
HbOI cMepTi [21, 25].

Mioknoniuna eninencisa ma ceHcopna amax-
cia (myoclonic epilepsy myopathy sensory
ataxia — MEMSA) — criekTp po3JajiB, 110 Tpo-
ABJISIETHCA eIIJIelICi€l0, MioTaTielo Ta aTakcielo Oe3
po3BuUTKy odrambmorerii. /o 1iei rpynm
BXO/IUTDH 3aXBOPIOBAHHS, paHillle olcaHe K CIIi-
Horepebessipaa arakcis 3 emiserncieio (SCAE).
Mo30uKkoBa aTakcis € IePIINM TTPOSTBOM 3aXBOPIO-
BaHHS, 1110 BUHMKAE MT€PEBASKHO B MOJIO/IUX JI0POC-
JINX, TAKOK i3 4YaCOM PO3BUBAETHCS CEHCOPHA
MoJIiIHeBPOTAaTid, AUCTaIbHA Ta MPOKCUMAJbHA
MiomaTis, 3HUKEHHS TOJIEPAHTHOCTI 10 (hi3muHmux
HaBaHTaXeHb. [li3HinTe mpuennyoThCS (HOKAIBHI,
emiJIenTUYHI Hamajy, Pe3nCTeHTHI 70 Teparii,
a 3roJIOM — BTOPUHHOTEHepasi3oBaHi [6].

Amarxcia 3 nesponamieto (ataxia neuropathy
spectrum — ANS) — BKJIIOYA€ 3aXBOPIOBaHHS, 1110
pamilie Ha3MBAJIN AyTOCOMHO-PeIleCHBHA MiTOXOH-
npianbHas arakcis (mitochondrial recessive ataxia
syndrome — MIRAS), a Tako ceHCOPHY aTakciio
3 HEBPOIIATIEIO, IU3aPTPI€I0 Ta 0PTATBMOILIETIEIO
(sensory ataxia neuropathy dysarthria and
ophthalmoplegia — SANDO) [8]. Buausbko
90% marieHTiB MalOTh aTaKCilo Ta HEBPOIIATIIO,
75% manieHTiB — emizenTuYHi Hamaay, a 0JIU3bKO
50% — odrambmoriierito. Miomnarist BiaMiya€ThCst B
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HebaraThoXx naiienris. Emisentuyna ennedasona-
Tisl MPOrPecye MOBIJIBHO Ta MOKE MaTU TIOPIBHIHO
serkuii mepebir. HeBpormariss Moxke OyTu MOTOp-
HOIO, CEHCOPHOIO a60 3Mitano. Y 25% crocrepi-
raloThCs M'g30Bi cyoMU. [HOIN KJiHIYHI TIPOSABU
BKJIIOYAIOTh MIOKJIOHYC, CJIIIOTY Ta HOPYIIEHHS
dbyHKIII TTedinKy, 3a3BUYail M'sike [25]. Y nariien-
TiB MOKYTb BUHMKATH MirpeHenoIiOHi MapoKcus-
M TI[€ 32/I0BTO JI0 00Ty 3aXBOPIOBAHHSI, & TAKOXK
nenpecuBHi posiaan [8].
Aymocomno-peuecusna npozpecyroua 306-
Hiuna opmanvmonnezia (autosomal recessive
progressive external ophthalmoplegia —
arPEQ) — XapakTepusyeThcs MPOrPecyydoio
c1a0KiCTIO 30BHIIIHIX M'sI3iB OKa, SIKa IPU3BOIAMTD
710 ITO3y Ta o rasbMoTapesy abo mapesy 30BHilll-
HIX M'g3iB OKa 6e3 03HaK CHCTEMHOTO YpasKeHHS,
OJIHAK 13 BIKOM MOJKYTb PO3BUBATHCS 1HIII MTPOSIBU
ypasxkennd rena POLG [18, 27].
Aymocomno-dominanmna npoepecyioua 306-
Hiwna opmanomonnezia (autosomal dominant
progressive external ophthalmoplegia — adPEO) —
MIPOSIBJISIETHCST, KPIM OE3T0CEPEHBO 0 TATBMOILTE-
rii, TeHepasTi30BaHOIO MIiOTIATIEIO Ta YacTO Bapiabesib-
HUM piBHEM CEHCOHEBPaJIbHOI BTPATH CJIYXY, aKCO-
HAJIPHOIO HeBporaTieo, atakcieo. Cepen /10aTKO-
BUX TIPOSABIB — JIETIPecist, MapKiHCOHI3M, TiMOroHa-
JIU3M Ta KaTapakTa (BapiaHT «XPOHIYHA TIPOTPECYIO-
Ja 30BHINTHS odTasbMoILIerid mwmocs ) [19, 27].
JiarnocTuka
[TligTBepmxenna miarnosy POLG-zanexaux
3aXBOPIOBaHb 0a3yeThCsl Ha KJIIHIYHMX IPOSIBAX
Ta BUABJIEHHI TOMO3UTOTHOTO BapiaHTa MmaToJI0Tiv-
voro rera POLG mpm ycix mepesiveHNX BuUIle
3aXBOPIOBAHHAX, 32 BUHSATKOM ayTOCOMHO-IOMi-
HAHTHOI MPOTrPecyyuoi 30BHINHBOI 0hTaTbMO-
11erii, 7151 IKoi HeoOXiHO BUSABUTH T€TEPO3UTOT-
He HOCIICTBO MaTOJIOTIYHOTO TeHa.
POLG-3ase)xti 3aXBOPIOBaHHS MOKYTb OyTH
3amio3peHi B 0cib i3 moeqHAHHSAM TaKUX KJIiHid-
HUX TIPOSIBIB |6, 24]:

— TIIIOTOHIS;

— 3arpuMKa abo perpec MCUXOMOTOPHOTO
PO3BUTKY;

— emijienTUYHI Hamajau, y T.4. GoKaabHi abo
reHepasii3oBaHi, emiJIeNTUIHNN CTaTYC;

— PYXOBi TOpPYIIEHHS, Yy T.4. MiOKJOHYC,
JIN3apTPisi, XOpeoaTeTo3, MapKiHCOHI3M);

— wmiomaTist (y T.4. 1IT03, o) TaIbMOILIETIs, c1ab-
KiCTb TTPOKCUMAJIBHUX YU IUCTATbHUX M S31B
KIHI[IBOK, BTOMJIIOBAHICTh Ta 3HUKEHHS
TOJIEPAHTHOCTI /10 (DI3UIHNX HABAHTAKEHD );

— 1epebpoBacKyJISIPHI opyIneHHst (1HCyIbTO-
MoIiOHI eIi30/11, MIirPEHD );
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— nepudepruiyHa MOTOPHO-CEHCOPHA HeBpoOIIa-
Tis;

— aTakcid;

— TICUXiaTpUyHI po3jaau, y T.4U. Jlenpecisa Ta
IHIIT TTOPYIIIEHHST HACTPOIO, TICUX03, IEMEHITisT;

— YpaskeHHs OpraHiB uyTTs (PETUHOIIATIS, KaTa-
pakTa, arpodist 30pOBUX HEPBiB, HEMPOCEH-
COpHA TYTOBYXIiCTb, IIPOTpecyloya IJIyXoTa);

— YpakeHHS TeYiHKU Ta IIJTYHKOBO-KUIITKOBO-
rO TPAKTy (TOKCUYHMI renaTuT, OPYIIeHHs
MOTOPUKHU TIITYHKOBO-KUITKOBOTO TPAKTY,
OJIIOBAHHS);

— engokpuHonaTii (IyKpoBuii aiabert, mepej-
yacHe 3racaHHsd (YHKINI SE€YHUKIB, JUC-
bynKITIS €90K);

— Kapjiomnaris.

ITig vac GioOXiMi4HOTO HOCHIMKEHHS KPOBi
MO’KHA BUSBUTH TiJBUIIECHHS PiBHS TpaHcaMmiHas,
ocobBO Ha (DOHI 3aCTOCYBAHHS AHTHKOHBYJIb-
canTiB. [lopytmennst cunTeTnuHOI (HYHKITIT 1TeYiH-
KU TPU3BOJUTH /10 TIMOTJIiKeMil, TilmepaMoHieMmii,
I IBUIIICHHS PIBHS IJIyTaMiHy B KPOBI, 30i/1bIIeH-
HS TPUBAJOCTI KPOBOTEUi, rimoasbOyminemii Ta
3HUKEHHST XOJIECTEPUHY.

Ha mouaTky 3aXBOpIOBaHHS CTPYKTYPHI 3MiHU
B TOJIOBHOMY MO3KY MOXYTb He BUSBJSATHUCH,
mpoTe TpPHU MPOrpecyBaHHi 3axXBOPIOBAHHS Ha
MPT rosioBHOro MO3KY MOKYTb BUSIBJISITUCS] BOT-
HuUIa 1703y (O1bII BUpakeHi B MOTUIUYHUX
NIiJTSHKAaX), a TaKoX TeHepasizoBaHa aTpodis
BEJINKUX MiBKYJb. [I[pu pe3aucTeHTHUX erienTny-
HUX Haragax Ha MPT BUABAAIOTHCSA 30HU MTOMIp-
HOTO TillepiHTEHCUBHOTO CUTHAJy B TaJaMycCi Ta
OBracTOMY MO3KYy, Tporpecyioda atpodis B
mirgHI 6a3aJbHMUX TaHIJIIB Ta CTOBOypa MO3KY,
piaie — MO3049Ka, B KiHIIEBI cTafii 3 aTpodi€io
cipoi Ta 61101 PeYOBMH MO3KY i PO3BUTKOM BTO-
puHHOI rigpornedadnii [1].

MouiekyispHO-TeHeTUYHE TeCTYBaHHS MOXKHA
BUKOHYBATH B JICKiJIbKA eTalliB:

e MoHOTeHHe TecTyBaHHd TeHa POLG nng

imenTrdikaIlii roMO3UTOTHUX MYTaITiif;

® MYJIbTUTEHHI MAHE, 110 BKIIOYAIOTh JIEKiTbKa
reHiB, 3okpema, POLG ta TWNK (mepernik
TeHiB MOJKe PISHUTHUCS B PI3HUX J1ab0PaTOPIsX);

e [TOBHE TEHOMHE JOCJI/KeHHS, 0 MOXKe
BKJTIOUATH CEKBEHYBAaHHS S/IEPHOTO TeHOMa
ta MT/IHK.

HaBoaumo anroputM MoJieKyJIsIpHO-TeHeTHY-
HOTO 0OCTEKEHHS TIPU MiTOXOH/PIaJbHUX 3aXBO-
proBanHax (puc. 1).

JlikyBaHHS

it 3 POLG-3ane;xHUMHU 3aXBOPIOBAHHIMU
noTpebyI0Th aKTUBHOTO BiJIHOBHOTO JIIKYBaHHS 3
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OutnHa 3 nigo3poto
Ha MITOXOHZpiasibHe 3aXBOPHOBAHHS

\

KniHivHwuiA ornsip,
BM3HA4YEHHs METaOO0MNIYHUX NOKA3HWKIB,
HenpoBi3yanizauis

\

Bu3HaYeHHs reHeTMYHMX MyTaLin
MTOHK BignoBigHO A0 KMiHiYHMX 03HaK

\

CuHapom Enyedpa- Enuedpa- Enuecpa- Eapgggi%ﬁ;
TNes nokapgio- MNGIE norena- noHedpo- odTanbmo- Mionartis
mionaris Tonaris nais ;
nneris
\ \ \ \ \ \ \
et || BosiL POLGH -
PDHC SCOo2 MPV17 COX 10 POLG2 POLG
reHu TYMP PDSS2 SLC25A4
TAZ C10orf2 SUCLA2
(SURF1 SCO1 COoQ2 C10orf2 MiDNA
BCS1L RRM2B OPA1

Pue. 1. Anroputm LiarHOCTMKN MIiTOXOHAPianbHUX 3aXBOPIOBaHb (apantosaHo 3a Wongetal L.C., 2010)

METOIO TIoIepe/KeHHs TSKKUX 1HBaJIiIU3YI0UNX
YCKJIQIHEHb, 1[0 TOBMHHO BKJIOYATH €pro- Ta
(isioTepariito, MOBHY Ta JIOTONEANYHY KOPEKITIIO.
MepankameHnTO3HE JIIKyBaHHS € CUMITOMATHYHUM
Ta CHPSMOBAHE HA KOPEKI[iI0 MOPYIIeHb MeYiHKH,
nepenbadae MPOTUCYJAOMHY TEpariio Ta 3acTo-
CyBaHHSI MiOpeJIaKCaTiB MpHU crHacTUIHOCTI. Jlis
3anobiraHHs ypasKeHHSIM HEYiHKU 3aCTOCOBYIOTh
MiHiMaJIbHI /03U IIperaparis.

Uepe3 pusuk ataqbHOTO ypaKeHHS IMediHKN
YVHUKAIOTD TIPETapaTiB BaJIbIIPOEBOI KUCTOTH. KoH-
TPOJIb PIBHS TPAHCAMiHA3 TIPOBOJISITD Yepe3 2—4 THIK.
IiCJIs1 BBE/IEeHHS] HOBOTO aHTUKOHBYJIbCAHTY.

[l moimienHs: eHepreTHYHOl (DYHKITT MiTO-
XOH/IPIit ITSIM TIpU3HAYAIOTH: KoeH3nM Q10 (y6ixi-
Hon) — 2-8 wmr/kr/moby; puboduiaBin  —
50-400 wmr/moby; L-xpeatun 0,1 t/xr/mody;
L-xapuitua — 10—100 mr/xr/mo0y; apridin —
150-300  mr/xr/mo6y, BiTaMiH E
1-2 MO/xr/noby, sBitamin C — 5 MF/KF/JIO6y,
anbda-JTinoeBy KHUCIOTY 50-200 wmr/mo0y,
¢domieBy kucaory — 0,5—1 mr/kr/mnoby [15].

Kuiiniyauii BUnaiox

lisuunxa K. y 2 poxu nepebyBasia Ha oOcTe-
JKeHHI Ta JIIKYBaHHI y BIiJIIIJIEHHI MOJIOJIIOTO
nutuHcTBa /1Y «InctutyT nemiarpii, akyiiepcTsa
i rinekouiorii im. akaj. O.M. Jlyk'anosoi HAMH
Vkpainu» 3 IPUBOJY 4acTOro OJIOBaHHS, HECTIM-
KUX BUIOPOKHEHb, BIIMOBHW BiJi BKUBAHHSI
i3Ki, 3HMIKEHOTO HAOOPY MacH Tijia, 3aTPUMKH CTa-
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TOKIHETUYHOTO Ta IICUXOMOBJIEHHEBOTI'O PO3BUTKY,
emizo/iB rinoryikeMii (710 1,68 MMoJIb/ ).

CyMicHO 3 HEBPOJIOTAaMH TTPOBEJIM KOHCUJIIYM
Ta KJIHIYHO 3allilo3pund MIiTOXOH/piajbHe 3a-
XBOPIOBAaHHS: MITOXOH/IpiaJIbHy TacTPOiHTe-
CTUHAJbHY eHIledhaoMionaTiio — BPaxoBYIOUHU
YPaskeHHSI HEPBOBO1 CUCTEMHU, HIJIYHKOBO-KHUIITKO-
BOTO TPaKTy, MEYiHKHU, 3aTPUMKY CTaTOKiHETHY-
HOTO Ta TICMXOMOBJIEHHEBOTO PO3BUTKY, HasiB-
HiCTh M'$1I30BO1 €JIaOKOCTI 3 TilIOTOHIEIO, eri30/1iB
6soBaHHs, BTpaTy Barm (Maca Tima — 8 Kr).
JlutrHy niepeBesn it J0OOCTEKEHHST 1 yTOUHEH-
H JIIarHO3Y /10 Bi/UIIJIEHHST IICUXOHEBPOJIOTII.

3 aHaMmHe3y BiZIOMO, 1110 JAUTHHA HAPOAWUJIACI
Biz I BariTHOCTI, sika nepebirasa Ha (hOHI 3arpo3u
nepepuBaHHs Ha 3—8-My TUKHI, TieToHeppuTy —
Ha 30-my TwkHi. [Tosorn BigGymvcst mpupoaHM
HIJISIXOM Y TepMiHi 41-42 Tu:K., TpoBejieHa Meu-
KaMeHTO3Ha cTuMyJianig. Maca Tisa npu Hapo-
mkenHi — 3350 r, 3pict — 51 cm. 3akpuyana He
Bi/lpa3dy, IpyAM Bijpa3y He B3sua. [Ipukiaazena
110 Tpyzei Ha 3-Tio 100y, cMOKTaa B's1y10. Bunumca-
Ha jogoMy Ha 8-my 100y. IlepebyBasa Ha 3mimna-
HOMY BUTO/IOBYBaHHI, CMOKTaJIa B's1J10, BiMivYasIn-
cs yacti 3puryBanss. [osoBy yrpumyBana 3 4 Mic.
mic/st Kypey Macaxky. 3 5 Mic. HEBPOJIOT JliarHo-
CTyBaB CHUHPOM M SI30BOI TilOTOHII, 3aTPUMKY
CTaTOKIHETUYHOTO PO3BUTKY. 3 6 Mic. 3'aBumiucs
norepxyBaHHs npu roayBanHi. Cisa caMOCTiiiHO
B 1 pik, crana Ha Horu Ging omopu B 1 pik 3 Mic.
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Xoanaa TUIBKK 3 TATPUMKOIO, Xo1a OyJia 1mopy-
neHa 3a TUMOM crenaxky. B 1 pik 4 mic. micus
TepeHeceHoi ToCTPol pecripaTopHOi BipyCHOI
indexkIii mepectasa BcTaBaTu O1JIsT OMOPY HA HOTH.
3 1 poky 1 mic. — MiJBUIEHHS TpaHCaMiHa3
y Mexkax 2 Hopw. [Tpoxosuia craitionaptae oocTe-
skeHHs B 1 pik 6 Mic. i3 giarHo30M « Kpunroreanmit
rernaTuT, MIHIMAJbHOTO CTYIEeHS aKTUBHOCTI.
3aTpuMKa CTATOKIHETUYHOTO 1 TICMXOMOBJIEHHE-
BOTO PO3BUTKY, TifipotiedadbHUl CUHAPOM, CTaH
cybrommencarii». 3a manumu EHMT BusiBuim
O3HAKW 3HWKEHHS NIBUIKOCTI TPOBEIEHHS
iMITyJIbCy 110 iepuepiitHux HepBax. B 1 pik 7 mic.
JlutrHy 06CTEKUIM B HEBPOJIOTTYHOMY CTal[ioHAa-
pi, Zle 3amigo3puau CcHiHaJabHY amioTpodiio.
OOCTEKIITN TeHETUKI: BUKJTIOUNIIN JIETTETII0 TeHIB
SMN1, SMN2. TangemHa Macc-CIeKTPOMETpis
MATOJIOTIYHUX BiIXWJIEHb HE BUSIBUIIA.

[Tix yac orsgmy B cOMAaTUIHOMY CTATyCI BifiMi-
gascst gedinut macu Tijga (10,5 kr) 6igicTh mKip-
HUX IIOKPUBIB. Y HEBPOJIOTIYHOMY CTaTyci —
IOMipHa 3aTPUMKa MOBHOTO PO3BUTKY (TOBOPUTH
2-3 cyoBa). [lmakcuBa, ApaTiBAMBa, Ma€ MPOSBU
HeraTuBi3My. Malixke TOCTIHHO BiJIMI4a€THCS
Gosicamii mad. [HCTPyKIii BUKOHYE BUOGIPKOBO,
JIUIIIE TIPOCTI, MaJIo I[iKaBUTbHCS irpaiikaMu. ['oJo-
Ba Makporedanbroi dopmu (00Bix — 48 cm).
Yepenni nepsu — 6e3 Bigxunenb. He cizae camo-
cTifino, cuauth He criliko. He xomuts. Ob6car
AKTUBHUX PYXiB y JIIBUX KiHI[IBKaX 3HUKEHUIL.
M'a3oBuii TOHyC y KiHIiBKax 3HWKeHu#, D>S.
Omopa Ha HWXKHI KiHIIIBKM He cTiiika. Kpokosi
pyxu BukoHye. CyXoKUIKOBI pedyieKc 3HUKEH],
D=S. Yepesni pedraexcu mozutuBHi. CumMnTom
BabuHChKOro Mo3uTUBHMIL 3 000X cTOpiH. MeHiH-
reasibHi cuMnToMu BigcyTHi. DyHKII Ta3oBUX
OpratiB He KOHTPOJIIOE.

Y sarazpHoMy aHaii3i KpoBi — MOMipHUN
JIEWKOITUTO3, 3CYB JIEHKOIUTApHO1 (hOPMYJIN BJIiBO,
migsuinenns HIOE (mo 37 mm/roa.), migBuinenHs
piBuag Tpancaminas (AJIT — 1o 93 on/n, ACT — 5o
133 ox/), 6inipy6iHy (110 46 MKMOJIB/JT), THMOJIO-
Boi mpobu (mo 18,3), makrary (2,97 mMMmouib/J,
HOpMa — 710 1,24 Mmmouib /7).

3araJpbHUN aHaJIi3 cevi, piBeHb TOPMOHIB IIIUATO-
OAIOHOI 321031, IHCYJIIHY, COMATOTPOITHOTO TOP-
MOHY Y KPOBIi, KOHIIEHTpAIlisl OPTraHiYHUX KUCJIOT
y cedi — B Meykax HOpMuU. AHammi3 KpoBi Ha BIJI —
HeraTuBHUI. 3a ganumu Y 3/ opraniB yepeBHOI
MOPOKHUHU — O3HAKM PEaKTUBHUX 3MiH apeHXxi-
MU TIEeYiHKH, MiAINLTYHKOBOI 3271031, CIIJICHOMera-
aii.  Ha  esodarodibporactpoayoseHocKomii
(EDTAC) — o3naku ezodarity, MerajayoneHymy,
nyoneHoracTpaiabHoro pedmokey. Ha Y 3/1 nuryH-
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Ka — O3HaKW (PYyHKIIOHAJIBHOI HEMPOXiHOCTI
MITYHKA.

Ha xomm'torepniii Tomorpadii (KT) opranis
4yepeBHOI MOPOKHUHKM — O3HAKKU a0A0MiHAJbHOIL
giMdazeHonaTii, BapiaHTa PO3BUTKY CeJIE3iHKN
y Burssai ii pgoxatkoBoi pousi. Ilpun EKT ne
BUSIBJIEHO ITaTOJIOTil MioKapja, KJallaHiB cepils.
Ha esnextpoentiedanorpadii — momipHi audysHi
3MiHM 0i0€JIeKTPUYHOI aKTUBHOCTI T'OJOBHOTO
MO3KY Y BUTJISA/I /Ie30praHi3ailii KipKoBOI pUTMi-
KU, YIIOBiJIbHEHHS KiPKOBOI PUTMiKH, MOMipHUX
perioHaJIbHUX 3MiH y JIOOHO-T[EHTPATHHIX BijiBe-
NeHHsX 3 akieHToM 3iiBa. Ilig vac MPT rosos-
HOTO MO3KY He BUSBJIEHO BOTHUIIEBOI MATOJOTI1
TOJIOBHOTO MO3KY.

Y Bipminenni giBunHka oTpUMyBasia iHDY3iHHY
Ta aHTUOIOTMKOTEpArio, AHTUKOHBYJIbCUBHY
(neBetuparieram 50 Mr/kr/mo0y) Ta aHTHOK-
CUJIAHTHY Tepallifo, CIPsIMOBAHY Ha IMATPUMKY
ereprernynoro oominy (L-kapHitus, nuroxpom C,
koen3um Q10, Bitaminu rpynu B, xkopumim), Ha
dboni gkoi BimMivamacd TO3UTUBHA IUHAMIKA
CTaHy: HOpMaJli3allist 3araJbHoro Ta 6ioXiMiuHOTO
aHaJsi31B KPOBi, MOJIIIIIEHHS alleTUTY, BIICYTHICTb
GJIIOBAHHS 1 MMONEPXyBaHHs, 30iIbIIEHHST aKTHUB-
HOCTi, 3HUKHEHHSI TPEMOPY KUCTEH, MOKPAIeHH
TOHYCY B KIHITIBKaX, 3'dBUJacd Olopa HA HUXKHI
KIHI[IBKM, II0Yaja CTOATH Oijisd OIOpHU, XOAMUTU
3 MATPUMKOIO 3a Ty1y0 i 3a 1B1 pyKu, oYaIa mika-
BUTHCS  iTpamkaM¥W, BUKOHYBAaTU  TIPOCTi
iHcTpykiii, roBoputu 7—8 cais. [llogenno mposo-
JIAJIN KOHTPOJIb IJIiKeMil — BiIXUJIEHb Biil HOPMU
He BUSIBJIEHO.

Uepes Micslib MMicysi BAMCKA B IUTUHU CTABCS
iHcyapTOmONIOHMIT emison y OaceliHi 3aaHbBOI
MO3KOBOI apTepii crpasa (puc. 2), yHACTIZOK Y0T0
PO3BHMHYBCS JIIBOOIYHUI TeMinapes, MmovYacTilaim
MioksoniuHi Hanaau. Yepes 1 pik Ha MPT — o3Ha-
K1 aTpodIYHKMX 3MiH KOPH Ta 6iJI01 pedOBUHU IIpa-
BOI HUKHBOI TiM'SHOT IJITHKY 9K HACTIIOK TIepe-
HECEHOTO IUTOTOKCHYHOTO HaOpsaKy (puc. 3).

ITin yac MyJbTUTEHHOTO OOCTEKEHHST MYyTallii
SIIEPHUX TEHIB, TTOB'I3aHUX 13 MiTOXOH/IPialbHUMH
3aXBOPIOBAHHAMU, B JUTUHU BUSIBUJIN /1Bl MyTallil
rena POLG y xommayH/I-reTepo3uroTHOMY CTaHi:
C1760T: p.P587Ly 10-my ex3oni rena, Ta A2591T:
p.N8641 y 16-my exsoni. Ilpsme cekBeHyBaHHS
rera POLG miaTBepanio BUSBJIEHI MyTarlii.
[Tomasbiie o6cTeKEHHST y MaTEPi IUTHHN BUSIBUJIO
HociiictBo myTatii C1760T: p.P587L, a'y 6aThka —
A2591T: p.N8641 y rerepo3uroTHOMY CTaHi.

OO6roBopeHHs

Binomo, o narienTu 3 myTarismu B reni POLG
MOSKYTb MaTH IMTUPOKUI CIIEKTP KITHIYHUX MTPOSIBIB,
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O3HaKun iHCynbTONOAIGHMX eni3ofiB y Npagiit NOTUANYHINA Ta NiBiii
CKPOHEBIN AinsHKax

Puc. 3. MPT ronoBHOro mo3ky AWTWHKU 3 MyTauismu reda POLG.
03Haku aTpodivHMX 3MiH KOpK Ta 6inoi pe40BUHMN NMPaBOi HUXKHbOT
TIM'AHOT [iNAHKN K HACNiLOK NepeHeceHoro LMTOTOKCMYHOro Hab-
psKy

OJTHAK CITiBBi/IHOIIEHHS MiXK IeHOTHIIOM Ta (eHo-
TUTIOM Ha ChOTOJIHI /IO KIHIA HEe 3PO3YyMIJI.
Ha nymky peskux pocmigaukis [9], MoskHA BUTIINT-
™™ 4 ocHOBHi kJiHIYHI Bapiantn POLG-3anesxamnx
3axBopioBanb: 1) remartoentiedasnonartis; 2) eHiie-
amonaris; 3) mporpecyioda 30BHITIHS o TaTbMO-
mierist; 4) iHIN KJHIYHI TPOSBU, y T.4. aTaKcid,
nucdarist, HeBpoTaTis, MiomaTis, Kap/ioMmionaris,
KOPTUKaJIbHA CJIII0Ta, eMJIEIITUYHI TPUIIaIKI, Mio-
KJIOHYC, aiaber, JeMeHIlis, TUCHYHKINS IUTOIO-
AIGHOT 3103, BTpaTa CJAYXy Ta CeplieBi OJIOKajIu.
Cepen Bujtiienux (heHOTHUIIIB Y IiTell yacTiiie Biji-
MIYa€eThCS rernaToeHtedanonaTis, To/i K y 10poc-
JINX — TIPOTPeCyoYa 30BHIITHS O(DTAIbMOILIETIS Ta
MIOTIaTisl, 4aCTO B TIOEJIHAHHI 3 aTaKCIE Ta aKco-
HaJIbHOIO CEHCOMOTOPHOIO TI0JIiHEBPOIIATIETO.

Mu wnasenu KJAIHIYHUN BUNAJ0K [IUTUHU
3 JIBOMa TreTepO3UTOTHUMHU MiceHC-MyTallisiMu
rera POLG1. Y qutunu BUSBUIN Bi MyTallii reHa
POLG y kommnayH/-reTepo3uroTHOMY CTaHi —
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C1760T, A2591T. Takum unHOM, WIETHCS PO JBi
pisHi MyTallii B O/IHOMY TeHi, ofiHa 3 SAKUX —
Bijl MaTepi, a iHIIa maToJIoriyHa aaesb — Big 6aTh-
ka. Ili myTaiiii omnucaHi B HayKOBiil miTeparypi
nanexo He Brepine. Bigomo, mo mytaitis C1760T,
posramoBana y 10-my ex3oni rena POLG, moxe
noeaHyBarucs 3 inmumu MyTaitisimu. Kurt B. et al.
MOBIIOMUJIA TIPO 5-MiCSIYHY AUTUHY 3 IMOETHAH-
Ham wmytanii C1760T Tta wmyramiit G3406A
(21 ex3on) i C752T (13 ex30H), B sIKOi PO3BUHYB-
cst iH(haHTUILHUN TeraTonepeOpaTbHUN CHHIPOM
nertenii mT/IHK. B inmoi mamienTkn — 35-piunoi
KiHKM 3 noenHanHsaM myTanii C1760T, G3616A
(21 ex3on) ta C752T (13 ex3omn) Bimmivamacs
Mporpecyioya 30BHINTHS O TaJIbMOILJIETIST Ta Mio-
naris [17].

Harris et al. maBesn Bunaiok po3ButKy y 4-piu-
HOTO XJIOTTYMKA 3aXBOPIOBAHHS, CXOKOTO KJIIHIYHO
Ha PO3CigHUN eHIedasoMieniT, Npu SIKOMY
MiZIBUIIMBCA JIaKTaT y CUPOBATIi KPOBI, IO
CBIIUMJIO TIPO MITOXOH/PiajibHy AUCGHYHKILIIO.
CexBenyBanast rena POLG BusBuio KoMIayH/I
rerposurotHi mytatiii C752T (T2511) Ta C1760T
(P587L) [14].

Filosto et al. onucas nBOX marieHTiB i3 mMyTa-
miero C1760T. B oxHoro 3 HUX — 40JI0BiKa BIKOM
61 pik, Biamivasacss M'si30Ba cJIabKiCTh, TPO-
rpecyioda 30BHINTHSA O(TaJIbMOILIETISA, aTakcid,
3HWKEHHST TOJEPAHTHOCTI 70 (hi3MIHUX HaBaHTa-
JKEHb, a TAKOK MUCHYHKITIS MJIYHKOBO-KUATITKOBO-
rO TPaKTy Yy BUIJISA/ 3aKPEINiB, /liapei Ta Clia3MiB
y ’KUBOTI. B iHIoro naiienta 3 7 pokiB BifiMivasa-
cd BTpaTa cJyXy, MMi3Hile po3BUHYJINUCS TTOPYIIIeH-
HS1 KOOPAMHAIIIL Ta AMILIONIS, TIHOrOHAAM3M, CJ1a0-
KicTh opodapuHTeabHUX M 1318, ABOOIUHMIT ITO3
Ta odrasbMonapes, cradKicTp y Kiniikax [10].

Pereira et al. nasesin C1760T y mepetiky Bigo-
Mux wmyTanin gaepuoi /JJTHK Ta 3aznaunim, 1o
BOHA BijiMivasiacs B JIEKIJTbKOX CiMeMHUX BUTAJ-
Kax, TakokK y 2 cubOcis. Taky MyTalliio 1mos'ssanim
3 po3BuTkoM cuHApomy Aerrertii MT/IHK, 3a xuri-
Hikoio cxoxoro Ha MNGIE (Mitochondrial DNA
depletionsyndrome4B (MNGIE type). Myraitito
A2591T BusiBUIIN y IBOX CECTEP i3 IUM 3aXBOPIO-
BaHHAM [22].

Binomo, 1mo miToxoHApiasibHa HEHPOracTpoiH-
TeCTUHAJbHA eHIedanonartis — ayTOCOMHO-pe-
IleCUBHE HelpojieTeHepaTuBHE 3aXBOPIOBAHHS,
nmoB'sizane 3 JedinmuroM TUMignHMOChOpHUIA3N,
10 TIPU3BOAUTH /0 BUCOKOTIO PiBHS THUMIJMHY B
NJa3Mi Ta XapaKTepHOTO KJIIHIYHOTO (heHOTHITY.
XBopoba XapaKTepHU3y€EThCsT KIIHIYHO MTO30M,
MPOTPECYIOUYNM 30BHINTHBOIO O(MTATBMOIITIETIE,
MOPYIIEHHSIM MOTOPUKH IIITYHKOBO-KUIITKOBOTO
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TPaKTy, KaxXeKciero, nepruhepuyHo HeHpoIaTien
Ta Jeikoentedasonarieo. Kiacuany MiTOXOHPI-
QJIbHY HeHPOracTpoiHTeCTUHAIBHY eHIledasomna-
Tif0 BUKJWKAIOTh MyTailii reHa TYMP, ognak oru-
caHO pifiKicHI BUMagKu (HeHOTHITy, MOAIOHOTO 10
IIbOTO 3aXBOPIOBAHHS, MTOB'SI3aH1 3 MyTaIliIMU FeHiB
RRM2B ta POLG (C752T, C1760T, A2591T).
Cepen 92 nariieHTiB i3 pereCUBHUMU MYTaIlisIMU
rena POLG y 3,3 % maiienTiB BiIMiTUIN TTPOSIBU
MITOXOH/IPiaJIbHOT HEWPOracTPOiHTECTUHAIbHOI
eHredaonarii, ogHak 6e3 o3HaK JeiikoeHIedano-
natii. ¥ wiil rpyni nami€eHTiB BUABUJIN MyTallii

W748S, R953C, W748S ta A467T [11, 26].

BucHoBku

Myramii rema POLG 3partHi BuUKIMKaTH
IIUPOKUI CIIEKTP PO3JIA/IB 31 3HAUHO BapiabeIbHUM
(benoTUTIOM, Y T.U. 3 YPAKEHHSIM IILJIYHKOBO-KHIITKO-
BOrO TpakTy. MeHOTUIT MiTOXOH/IPiaTbHOI Helpora-
crpoinTecturanbroi eHinedanonarii (MNGIE)
€ HEeTUTIOBUM JIJIST MYTalliil 3a3HaU€HOTO TeHa, IIPoTe
Ma€ Miclle B PiJIKICHUX Bulajkax. Taki posmiaju,
3 0IHOTO GOKY, HEOOXiIHO AN(ePEHIITIFOBATH 3 IHITIU-
mu POLG-3aseskHrMY 3aXBOPIOBAHHAMMU, TIEPeLyCiM
i3 cuHApOMOM Autbliepca, a 3 iHIIOro OOKy, —
3 KJIACUYHOIO MITOXOH/[PiaIbHOIO HEPOTacTPOiHTe-
CTUHAJIBHOIO eHTIehasIoNaTielo, M0 BAUHUKAE BHACII-

JNNITEPATYPA

nok mytaitii rena TYMP. Y HaBeieHoMy HaMu KJTi-
HIYHOMY BWIAJIKy, HEe3Ba)KAlOUM Ha IiIBUIICHHSA
TpaHcaMiHa3 y TallieHTa B aHaMHe31, Y TIOJIaJTbIIIOMY
HEe BUSIBWIM YPa)KEHHSI IE4YiHKH, XapaKTepHe
1tst cunzipomy Autbriepea. Takok y IMTUHA HE PO3-
BUHYJIUCST KaTacTPoiuHi PEe3UCTEeHTHI /10 Tepartii
ETJIENITUYHI IPUTIAIKH, ITPOTE BiMIYaBCsI ITOPiBHSI-
HO M'SIKMI TIepelir emiIenTHYHoI eHeredasonarii.
HaromicTb, y KJiHIII IOMiIHYBaJO peluuBHE
OJIIOBaHHSI, BTpaTa Barw, BiAMOBa BiJ B/KUBaHHS
iKi Ta O3HAKM AUCHYHKINI MITYHKOBO-KUIITKOBOTO
TPAKTy 3a JAHUMHU i{HCTPYMEHTAJIbHUX OOCTEKEHb.
Bupimasbre 3HaueHHA /17151 BCTAHOBJIEHHS JIIaTrHO3Y
B IIbOMY BHUIIQJIKy MaJO MOJIEKYJSPHO-TeHeTUYHe
JIOCJII/IPKEHHS.

Ha nanry mymky, mikapi neiaTpuaHoro mpodisio
MalOTh MTPOSBJISTHA TIEBHY HACTOPOKEHICTDb Ta CBOE-
YACHO CITPSIMOBYBATH JI0 INTIYOTO HEBPOJIOTA JIiTel
3 IIJI03pOI0 Ha MiTOXOH/pPiaJbHE 3aXBOPIOBAHHSI.
3 orJigy Ha TparivHUi MPOTHO3 JESTKMX MiTOXOH-
JIpiaTbHUX 3aXBOPIOBAHD, TIOMUJIKN Yy BCTAHOBJICHHI1
miarHo3y Hempumyctumi. TodHUiT MiarHo3 Mae OyTu
BCTaHOBJIEHU gKHaipaHinie. Ha cboromuinmxii e
MOSKJIMBO JIMIIIE 32 JIONIOMOTOI0 HEHPOPa/IioJiori-
HUX 1 MOJIEKYJIIPHO-TeHETUYHUX METO/IiB.
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XXI BceykpaiHcbka HayKOBO-TIPAKTHYHA KOH(EpeHIist
3 Mi’KHAPO/THOIO YYaCTIO <AKTyaJIbHi IUTaHHS NeiaTpii>

18-20 BepecHs 2019 p., m. JIbBiB

anpomryemo Bac Bssiti yuacte B pobori XXI BeeykpaiHChKOI HayKOBO-
MPaKTUYHOT KOH(epeHIii 3 MiXKHAPOAHOI yYacTio <«AKTYaJbHI NUTaHHS
nexiaTpii», npucssgueHoi mam'sati wiena-kopecnongienta HAH, AMH VYkpainu,
npodecopa B.M. CinenbHukoBa Ta 75-piuuio kadeapu temgiatpii  Ne2
Hamionanpaoro  memmunoro  yHiBepcurtery imeni 0O.0. DBoromombis
(CinebHUKOBCHKIX YNTAHb ), sIKA BHECEHA /10 TIPoeKTy PeecTpy 3'1371iB, KOHTpeciB,
CUMIIO3iyMiB Ta HAYKOBO-TIPAKTUYHUX KOH(bepeHIli, siki OyayTh HPOBOAUTHUCH
y 2019 poui MO3 Yxpainu ta HAMH Ykpainun.

Kondepemntist Bimoyaeroest 18—20 Bepecust 2019 poxy na 6asi JIbBiBCbKOTO
HaIliOHATBHOTO MEIMYHOTO yHiBepcuTeTy iMeHi /l. amuipkoro.

[Tig yac uywuraub 18-19 Bepechsi 2019 poky OyayTh PO3IJISAHYTI HMUTAHHS
MepBUHHOI MeJUYHOI JONOMOTM [iTSM; CydacHI MiIXOAM [0 JiarHOCTHUKH,
JIIKYBaHHS Ta POMIIAKTUKY TTOINPEHNX 3aXBOPIOBAHb JAUTSYOTO BiKy Ha 3acajiax
: JIOKA30BOI MEIMIIIHY; TIPIOPUTETHI 3aBAAHHS TeIiaTPUIHOI HAyKN Ta TMPaKTHUKY;
aKTyasbHi MMTaHHSA IMyHOTIPO(DITAKTUKY, aHTHOIOTUKOPE3UCTEHTHOCTI, 3a1mobirans moJinparmasii ta im.

[lo yuacri y Beeykpainchkiii HAyKOBO-TIPAaKTUUHIN KOH(EPEHIlii 3anpoIIyIoThCs JiKapi-nefiaTpy, Jikapi 3i creriajibHocTi
«3arajpHa MpaKTUKa — ciMeliHa MeANIIHAY, JTiKapi iHINX TeiaTpPUYHUX CIeliaJbHOCTeH, OPraHi3aTOPN OXOPOHH 3/I0POB 'S,
3aBizyBaui Ta cuiBpobiTHUKY TregiaTpuunux Kadeap ta Kadeap ciMeiiHOI MeIMIMHN 3aKJaJiB BUIIOI OCBITH Ta 3aKJajliB
HICJSMIIIIOMHOI OCBiTH, TPOMIIBHUX HAYKOBO-10CaiiHuX ycTaHoB MO3 Ykpainu ta HAMH Ykpainu.

Y BiANOBiHOCTI 710 YMHHOTO 3aKOHO/IABCTBA, YYACHUKU KOH(EPEHIii B YCTAHOBIECHOMY TTOPSIJIKY OTPUMAIOTh cepTU(iKaT,
SIKUH Halla€ BIAMOBIAHY KigbKicTh 6asiB s arectarlii Ha TPHCBOEHHS (MATBEPKEHH) JTiKapchkol KBaridikamiitHol
KaTeropii.

3 Oinb demanvhoro ingopmauicto mosicHa o3natiomumucs http.//www.conference-sidelnikov.org.ua/
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